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Partial trisomy for 2q in a patient with dir dup(2)(q33.1q35) DR Romain, 

N G Mackenzie, D Moss, L M Columbano-Green, R H Smythe, R G Parfitt, J W Dixon 


Short report 

Chemiluminescent detection of blotted PCR products (CB-PCR) of two CAG dynamic 
mutations (Huntington's disease and spinocerebellar ataxia type 1) S Castelvi-Bel, 
T Matilla, M | Banchs, H Kruyer, J Corral, M Mila, X Estivill 


Abstracts 
Medical genetics: advances in brief 


Letters to the Editor 

Expanded CAG trinucleotide repeat of Huntington's disease gene in a patient with 
schizophrenia and normal striatal histology D St Clair 

Further family with autosomal dominant patent ductus arteriosus CG Woods, 

L J Sheffield 

Molecular basis of the common electrophoretic polymorphism (Ful /Fu2) in human 
a-L-fucosidase H Cragg, B Winchester, H-C Seo, J O'Brien, D Swallow 


Book reviews 
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No 9 September 1994 Review article 


The arylsulphatase A gene and molecular genetics of metachromatic leucodystrophy 
M L Barth, A Fensom, A Harris 


Original articles 

Frequency of arylsulphatase A pseudodeficiency associated mutations in a healthy 
population ML Barth, C Ward, A Harris, A Saad, A Fensom 

A single origin for the most frequent mutation causing late infantile metachromatic 
leucodystrophy J Zlotogora, Y Furman-Shaharabani, A Harris, M L Barth, K von Figura, 
V Gieselmann 

A gene for pachyonychia congenita is closely linked to the keratin gene cluster on 
17q12-q21 CS Munro, S Carter, S Bryce, M Hall, J L Rees, L Kunkeler, A Stephenson, 
T Strachan 

FISH detection of trisomy 21 in interphase by the simultaneous use of two differentially 
labelled cosmid contigs A F Davies, L Barber, M Murer-Orlando, M Bobrow, M Adinolfi 
Anticipation in Swedish families with bipolar affective disorder P-O Nylander, 

C Engstrom, J Chotai, J Wahlstrom, R Adolfsson 

Study of the Huntington’s disease (HD) gene CAG repeats in schizophrenic patients shows 
overlap of the normal and HD affected ranges but absence of correlation with 
schizophrenia D C Rubinsztein, J Leggo, S Goodburn, T J Crow, R Lofthouse, 

L E DeLisi, D E Barton, M A Ferguson-Smith 

Asymmetry and skin pigmentary anomalies in chromosome mosaicism CG Woods, 

A Bankier, J Curry, L J Sheffield, S F Slaney, K Smith, L Voullaire, D Wellesley 

Genetic epidemiology of single gene defects in Chile R Cruz-Coke, R S Moreno 
Mulvihill-Smith syndrome: case report and review O Bartsch, K-D Tympner, E Schwinger, 
RJ Gorlin 

Familial half cryptic translocation t(9;17) A Kohler, J Hain, U Muller 

Homozygosity for a new mutation (Ile''’—Met) in the insulin receptor gene in five sibs 
with familial insulin resistance J Hone, D Accili, L | Al-Gazali, G Lestringant, T Orban, 
S | Taylor 

Trisomy X in a female member of a family with X linked combined immunodeficiency: 
implications for carrier diagnosis 7 Lester, M de Alwis, P A Clark, A M Jones, F Katz, 
R J Levinsky, C Kinnon 

Autosomal dominant simple microphthalmos FM Vingolo, K Steindl, R Forte, 

L Zompatori, A lannaccone, A Sciarra, G Del Porto, M R Pannarale 


Syndrome of the month 
Cleft hand/foot: clincial and developmental aspects P W Buss 


Brief papers 

A cluster of cystic fibrosis mutations in exon 17b of the CFTR gene: a site for rare 
mutations B Mercier, W Lissens, G Novelli, L Kalaydjieva, M de Arce, N Kapranov, 

N Canki Klain, X Estivill, A Palacio, S Cashman, A Savov, M P Audrézet, B Dallapicolla, 
| Liebaers, | Quere, O Raguenes, C Verlingue, C Ferec 

Diaphragmatic herniae and translocations involving 8q22 in two patients /K Temple, 

J C K Barber, R S James, D Burge 

An interstitial deletion of chromosome 7(q35) K Fagan, C Kennedy, L Roddick, A Colley 


Letters to the Editor 

The Pallister-Hall syndrome A Sama, J D T Mason, K P Gibbin, | D Young, M Hewitt 
Familial Pallister-Hall syndrome LG Biesecker, K Topf, J M Graham Jr 

“CATCH 22” sans cardiac anomaly, thymic hypoplasia, cleft palate, and hypocalcaemia: 
cAtch 22. A common result of 22qll deficiency? A Lipson, B Emanuel, P Colley, 

K Fagan, D A Driscoll 

Skeletal malformations and polycystic kidney disease A F Turco, B Peissel, S Rossetti, 
P F Pignatti, E M Padovani, G P Chiaffoni 
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No 10 October 1994 Editorial 
The genetic testing of children TM Marteau 


Annotation 
Syndrome of the month | Young, A Wilkie 


Original articles 

Genetic linkage to the type VII collagen gene (COL7A1) in 26 families with generalised recessive 
dystrophic epidermolysis bullosa and anchoring fibril abnormalities MG S Dunnill, A J Richards, 
G Milana, F Mollica, D Atherton, | Winship, M Farrall, L Al-imara, R A J Eady, F M Pope 

Mosaic uniparental disomy in Beckwith-Wiedemann syndrome R E Slatter, M Elliott, K Welham, 
M Carrera, P N Schofield, E R Maher 

X inactivation patterns in female monozygotic twins and their families E Watkiss, T Webb, 

G Rysiecki, N Girdler, E Hewett, S Bundey 

Cephalometric analysis of Rapp-Hodgkin syndrome T C Hart, S Kyrkanides 

Phenotypic variation of tuberous sclerosis in a single extended kindred S$ L Smalley, F Burger, 

M Smith 

Absence of linkage between idiopathic dilated cardiomyopathy and candidate genes involved in the 
immune function in a large Italian pedigree M Krajinovic, | Mestroni, G M Severini, B Pinamonti, 
F Camerini, A Falaschi, M Giacca 

Osteocraniostenosis A Verloes, F Narcy, B Grattagliano, A-L Delezoide, P Guibaud, J-P Schaaps, 
M Le Merrer, P Maroteaux 


Syndrome of the month 
Albright’s hereditary osteodystrophy LC Wilson, R C Trembath 


Clinical practice in medical genetics 
The genetic testing of childrren. Report of a Working Party of the Clinical Genetics Society (UK). 
Chairman: Dr Angus Clarke 


Brief papers 

Intrachromosomal triplication of 15q11-qi3_ AA Schinzel, L Brecevic, F Bernasconi, F Binkert, 

F Berthet, A Wuilloud, W P Robinson 

A newborn with ring chromosome 10, aganglionic megacolon, and renal hypoplasia G Calabrese, 
PG Franchi, L Stuppia, R Mingarelli, C Rossi, L Ramenghi, M Marino, E Morizio, R Peila, 


A Antonucci, G Palka 

Down-Turner syndrome: case report and review G JCM Van Buggenhout, B C J Hamel, 
JCM Trommelen, H Mieloo, D F C M Smeets 

Linkage and mutation analysis in an extended famly with Charcot-Marie-Tooth disease type 1B 
E Nelis, V Timmerman, P De Jonghe, L Muylle, J-J Martin, C Van Broeckhoven 


Short report 
Chimaerism shown by cytogenetics and DNA polymorphism analysis AJ Green, D E Barton, 
P Jenks, J Pearson, J R W Yates 


Abstracts 
Medical genetics: advances in brief 


Letters to the Editor 

Huntington's disease in two unrelated Arab kindreds and in an Afghani family resident in Saudi 
Arabia E M Scrimgeour, S A Tahoon, TH Zawawi 

The Prader-Willi-like phenotype in fragile X patients: a designation facilitating clinical (and molecular) 
differential diagnosis BBA De Vries, M F Niermeijer 

Arthrogryposis multiplex congenita, renal dysfunction, and cholestasis syndrome J M Saraiva, 

H C Mota 


Book reviews 


Notices 
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No 11 November 1994 Original articles 
Diagnostic distinction between anencephaly and amnion rupture sequence based on skeletal 
analysis J W Keeling, | Kjaer 
Pulmonary atresia associated with maternal 22q11.2 deletion: possible parent of origin effect in the 
conotruncal anomaly face syndrome LH Seaver, J W Pierpont, R P Erickson, R L Donnerstein, 
S B Cassidy 
Parental origin of Gsa gene mutations in Albright’s hereditary osteodystrophy L C Wilson, 
ME M Oude Luttikhuis, P T Clayton, W D Fraser, R C Trembath 
Possible role of imprinting in the Turner phenotype CE Chu, MD C Donaldson, C J H Kelnar, 
PJ Smail, S A Greene, W F Paterson, J M Connor 
Deletions in the 5’ region of dystrophin and resulting phenotypes F Muntoni, P Gobbi, C Sewry, 
T Sherratt, J Taylor, S K Sandhu, S Abbs, R Roberts, S V Hodgson, M Bobrow, V Dubowitz 
Retinitis pigmentosa families showing apparent X linked inheritance but unlinked to the RP2 or RP3 
loci MA Aldred, P W Teague, M Jay, S Bundey, R M Redmond, B Jay, A C Bird, S S Bhattacharya, 
A F Wright 
Neurofibromatosis type 1 in Israel: survey of young adults B Z Garty, A Laor, Y L Danon 
Genetic study of congenital heart defects in Northern Ireland (1974-1978) EJ Hanna, N C Nevin, 
J Nelson 
Counselling following diagnosis of a fetal abnormality: the differing approaches of obstetricians, 
clinical geneticists, and genetic nurses T Marteau, H Drake, M Bobrow 
Genetic mapping of the FACC gene and linkage analysis in Fanconi anaemia families RA Gibson, 
D Ford, S Jansen, A Savoia, C Havenga, R D Milner, T J de Ravel, R J Cohn, S E Ball, | Roberts, 
J C Uerena, | Vorechovsky, T Pearson, F Birjandi, S S Hussein, M Murer-Orlando, D F Easton, 
C G Mathew 
Trinucleotide repeat length and progression of illness in Huntington’s disease K Kieburtz, 
M MacDonald, C Shih, A Feigin, K Steinberg, K Bordwell, C Zimmerman, J Srinidhi, 
J Sotack, J Gusella, | Shoulson 


Syndrome of the month 
Pyruvate dehydrogenase deficiency G K Brown, L J Otero, M LeGris, R M Brown 


Brief papers 

Non-radioactive detection of 17p11.2 duplication in CMT1A: a study of 78 patients F Schiavon, 
M L Mostaccivolo, F Saad, L Merlini, G Siciliano, C Angelini, G A Danieli 

Duplication of 16q22-qter confirmed by fluorescence in situ hybridisation and molecular 


analysis RS Houlsion, R M Renshaw, R S James, R Ironton, | K Temple 
APC mutation associated with late onset of familial adenomatous polyposis J Smith-Ravin, K Pack, 
S Hodgson, S K S Tay, R Phillips, W Bodmer 


Short report 
High CTG repeat number in nodular thyroid tissue from a myotonic dystrophy patient Ch Daumerie, 
N Lannoy, J-P Squifflet, G Verellen, Ch Verellen-Dumoulin 


Conference report 
Culture, kinship and genes A Clarke 


Abstracts 
Medical genetics: advances in brief 


Letters to the Editor 

Forensic medicine, PCR, and Bayesian approach F Taroni, C Champod 

The possible Middle East origin of the mutation for the limb/pelvis-hypoplasia/aplasia syndrome 

MA Sabry 

No association between dopamine D4 receptor polymorphism and manic depressive illness | Pérez 
de Castro, P Torres, J Fernandez-Piqueras, J Saiz-Ruiz, C Llinares 

3-M syndrome and intracerebral aneurysms RCM Hennekam, M Limburg, G Pals 


Book reviews 
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No 12 December 1994 Review article 
Recent advances in the gene map of inherited eye disorders: primary hereditary diseases of the 
retina, choroid, and vitreous PJ Rosenfeld, VA McKusick, J S Amberger, T P Dryja 


Original articles 

Close linkage of a gene for X linked deafness to three microsatellite repeats at Xq21 in radiologically 
normal and abnormal families M Bitner-Glindzicz, Y de Kok, D Summers, | Huber, F P M Cremers, 
H-H Ropers, W Reardon, M E Pembrey, $ Malcolm 

X linked myotubular myopathy (MTM1) maps between DXS304 and DXS305, closely linked to the 
DXS455 VNTR and a new, highly informative microsatellite marker (DXS1684) N Dahl, F Samson, 
N ST Thomas, L J Hu, W Gong, G Herman, J Laporte, P Kioschis, A Poustka, J L Mandel 

Genetic heterogeneity in hereditary haemorrhagic telangiectasia M E M Porteous, A Curtis, 

O Williams, D Marchuk, S S Bhattacharya, J Burn 

Genetic heterogeneity in hereditary haemorrhagic telangiectasia: possible correlation with clinical 
phenotype K A McAllister, F Lennon, B Bowles-Biesecker, WC McKinnon, E A Helmbold, 

D S Markel, C E Jackson, A E Guttmacher, M A Pericak-Vance, D A Marchuk 

Linkage of hereditary haemorrhagic telangiectasia to chromosome 9q34 and evidence for locus 
heterogeneity P Heutink, T Haitjema, G J Breedveld, B Janssen, L A Sandkuijl, C J M Bontekoe, 

C JJ Westerman, B A Oostra 

Automated analysis of multiplex microsatellites GR Taylor, J S Noble, R F Mueller 

Genetic epidemiology of early onset breast cancer D Eccles, A Marlow, G Royle, A Collins, 

N E Morton 

The impact of genetic counselling on females in fragile X families 1G Curtis, N Dennis, J MacPherson 
Ataxia-ocular motor apraxia syndrome: an investigation of cellular radiosensitivity of patients and 
their familes M A Hannan, D Sigut, M Waghray, G G Gascon 


Syndrome of the month 
Syndactyly, ectodermal dysplasia, and cleft lip/palate J Zlotogora 


Brief papers 

Anophthalmia with cleft palate and micrognathia: a new syndrome? SR Phadke, A K Sharma, 
S S Agarwal 

Two fetuses with Fryns syndrome without diaphragmatic defects K K Wilgenbus, R Engers, 

G Crombach, F Majewski 

Determination of a new collagen type | «2 gene point mutation which causes a Gly640 Cys 


substitution in osteogenesis imperfecta and prenatal diagnosis by DNA hybridisation M Gomez-Lira, 
A Sangolli, P F Pignatti, M C Digilio, A Giannotti, E Carnevale, M Mottes 

Progressive hemifacial atrophy with agenesis of the head of the caudate nucleus M Ledo, 

M L Ribeiro da Silva 

Refinement of the chromosomal position of the X linked juvenile retinoschisis gene A A B Bergen, 
JB ten Brink, L M Bleeker-Wagemoakers, M J van Schooneveld 

Sclerosteosis in a Spanish male: first report in a person of Mediterranean origin M Bueno, 

G Olivan, A Jiménez, J M Garagorri, A Sarria, A L Bueno, M Bueno Jr, F J Ramos 


Short report 
Assessment of Ygh translocations J L Fernandez, S Pereira, A Campos, V Goyanes 


Letters to the Editor 

Meiotic drive at the myotonic dystrophy locus M Gennarelli, B Dallapiccola, M Baiget, | Martorell, 
G Novelli 

Natural history and postmortem anatomy of a patient with tetra-amelia, ectodermal dysplasia, 
peculiar face, and developmental retardation (MIM 273390) S Ohdo, T Sonoda, K-| Ohba 
Book reviews 
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